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Background 

Augustine et al.  Clinical Trials in Rare Disease: Challenges and Opportunities. JCN 2013, 28: 1142 



Background: 

 
  

• “need to develop new tools to more rapidly assess the 
effects of potential therapies” 1 

 
 

 
• Sensitive, responsive, “well-defined and reliable endpoint 
measures [are] particularly important in rare diseases where 
sample sizes are limited”2, in order to assess a clinically 
meaningful change in response to intervention. 
 

 

 

 



Meeting Objectives 

 To bring together clinical research experts in JNCL and rare diseases to 



Meeting Structure: Day 1 – Formal Talks 

 THEMES 

Background on the NCLs 

Rare disease clinical research 
Experimental therapeutics, Clinical trial endpoints 

Challenging ourselves… 
Registries, Clinical endpoints, What matters to 

parents 
 

State of the Science in JNCL, with focus on clinical 
trial applications 

 Poster Presentations 
 





Working 
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Session 1 
  

Large Group 
Discussion: 
Session 1 

 
 
 

Working 
Group: 

Session 2 
 

Large Group 
Discussion: 
Session 2 

Propose 
endpoints / 

registry 
activities 

 

Consider: 
reliable, valid, 

relevant, 
feasible 

Day 2 – Working Groups 

SUMMARY 

& 

FEEDBACK 

Revise 
proposed 

endpoints / 
registry 
activities 

 

Draft work 
plan 

FINAL 
SUMMARY 

 

Action 
Items 

 



Meeting Outcomes – Build a “Road Map” 

 1. A set of potential clinical endpoints in JNCL and a plan for their 

development and validation for future Phase III studies.  

  

 2. A plan for expansion of NCL Patient Registries, to incorporate clinical trial 

endpoint work.  

  

 3. Enduring and evolving content 

• Manuscript of proceedings 

• Website (with PDFs of Day 1 talks and reference materials to support 

experimental therapeutics and Phase III trials in JNCL. We hope these 

materials will be useful for clinical trials in the other NCLs as well.  

• Maintain interactions among participants at future meetings 
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